[From gene disease; alpha1-antitrypsine deficiency].
Alpha-1-antitrypsin (alpha 1-AT) deficiency is an autosomal, recessive hereditary disorder that is associated with the development of pulmonary emphysema and liver disease. The most common mutant leading to the deficiency is the Z mutant. This results in alpha 1-AT that forms polymers which lead to accumulation in the liver and decreased secretion. Emphysema is thought to occur due to insufficient protection of the lung tissue from the proteolytic activity of neutrophil-derived elastase, as a result of insufficient local alpha 1-AT levels.